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DO eHWIKETOHYPHS: OOIIHE CBEACHUS

Gdenunkeronypus (PKY, OMIM 261600) —

HACJIEJICTBEHHOE 3a00JICBaHUE TPYIIIIBI
(epMEHTONATHU, CBSA3aHHOEC C HAPYIICHUEM
MeTa0oIM3Ma aMHHOKHCIIOT, IJIaBHBIM 00pa3zoM

0 (eHUIaIaHNHA.
| DOKY HACJIEy€eTCs 1o Ay TOCOMHO-
+H3N\ RN PELIECCUBHOMY THITY. '
CH O - '
OTKpbITHE OOJE3HW CBA3BIBAIOT C HWMEHEM
CH, HOPBEXKCKOro  Bpauya  IBapa  AcObépHa
dEnmmnra (1934).

O Cpenasag dyactora 3a0oneBanuss PKY B PO

1:8000.

denntajadule



I1aTorenes

bHOXMMHYECKOM  OCHOBOH OKY  gBisercs
HEJIOCTAaTOYHAasA AaKTUBHOCTH (bepMEHTOB, Y4YacTBYIOIIUX B
peBpallcHUM (PeHuIalaHuHa B TUPO3UH. B 1mepByr0 ouepeap — 3TO
(dhepMeHT (eHunalaHuH-4-ruapoKcunasa. Takxke s HOPMaJbHOIO
(PYHKIIMOHUPOBAHUS JTOro (QepMeHTa HEeoOXOoauM  KO(PEpMEHT
OUTUAPOITEPHH.

B  pesynbrare HapyuieHuss oOMeHa  (EHWJIaJIaHWMHA B
OMOJOTMYECKHUX JKUIKOCTAX OpraHu3Ma IIPOUCXOAAT IOBBIIICHUE
YPOBHS YyKa3aHHOW aMMWHOKHCJIOTBI M HAKOIUICHHWE aHOMaJIbHBIX
IPOAYKTOB €ro META00JM3Ma, a TaKKE 3HAYUTEIBHOE CHUKCHHUE
YPOBHS TUPO3MHA U AUCOaIaHC IPYTruX aMUHOKHCIIOT.



DOeHUIKETOHYPHUS U €€ TeHEeTHYeCKas
00y CJIOBIICHHOCTD
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Kinanueckue nposipiaeHus OKY

Yke B NEpBOM IIOJYroAud >KU3HU (IPU OTCYTCTBUHU
JICYCHUS) OTMEUAECTCS  HECHEeIU(PUUECKUE  MNPU3HAKU
nopaxenust I{THC: BsnocTh, 3aTOPMOKEHHOCTD MJIA, HA000POT,
MIOBBIIIICHUE BO30YIUMOCTH, YTpaTa NpHUOOPETCHHBIX HABBIKOB,
BO3MOXKHBI cyoporu (rmoutu B 50% ciyyaes).

[IoctenieHHO  peOEHOK BCE  OOJIbIlIE  OTCTACT B
[ICUXOMOTOPHOM, PEYEBOM U IICUXOAIMOLIMOHAIILHOM Pa3BUTHH,
HEPEJIKO OTMEYaeTcsd MUKpouedanvs, SBJICHHUS JI€pMaTUTa,
HEYCTOMYMBAs TMOXOJKa. MOokeT HaOMIoAaThCs COIMaIbHas
ne3aJanTaiys 1 TshKellas HHBAIHAN3aus (UIH0TH).

KinmHuyeckue MmposiBICHUS KJIACCUMYECKOM M aTUIIMYHBIX
(GOpM CXOXKH, OJTHAKO aTUIMYHBIE (DOPMBI XapPaAKTEPHU3YIOTCS
OOJIBIIIEH TSHKECTHIO TEUEHMS 3a00JICBAHUS.



Kinanueckuk nposiBiicHusa OKY

http://ezavi.ru/wp-content/uploads/2018/04/1.jpg



Kimunaundeckue nposiiaeHuss GKY

[Ipu HecoOMOACHNM AUETHI CBETICIOT IV1a3a, BOJOCHI,
KOoka (O IMPUYUHE HEJOCTATOYHOIO0 KOJIMYECTBA B OPraHU3ME
MEJIaHHHA, IPOU3BOJIHOIO TUPO3UHA).

https://pediatriya.info/wp-content/uploads/2014/02/fenilketon-vid-720x694.jpg http://d.120-bal.ru/pars_docs/refs/43/42143/42143 html_1db2903f.png



Jlmarnocrtuka OKY

Kpurepuem muarHoctukun @OKY  gBisieTcss  ypOBEHb
(heHUIIaTaHMHA B CBIBOPOTKE KPOBH:

HopMa — 34-101 Mxmons/1,
OKY — 1o 900-1200 mxmoms/1.

B HACTOMAIIEE BpeMsI OXBar 00cCJIEMIOBAaHUEM
HOBOPOXKJECHHBIX cocTaBiisieT He MeHee 90%.

M cnonb3yoT TakKe Harpy304HbIE TECThl OCJIKOM U TECT C
OMOITEPHUHOM.



JleueHue

EnuHcTBeHHBIM  3(DQEKTUBHBIM M ITaTOT€HETUYECKHU
O0OOCHOBAaHHBIM  METOJOM  JICUEHUS DOKY  gaBasercs
OUETOTEpPANMs. C HCIIOJb30BAHMEM  CIECIUAIIM3UPOBAHHBIX
AMMHOKHCJIOTHBIX cMeced 0e3 (eHwnalaHnHa H = C
MTOBBIIIIEHHBIM COJECPAKAHUEM TUPO3UHA. JlMeTa 3aKito4acTcs B
VCKJFOYCHUN M3 THTAHUA BBICOKOOEIKOBBIX MPOIYKTOB (B
OCHOBHOM 3TO MPOAYKTHI XUBOTHOTO IPOUCXOXKIACHUS, a
TAKXKE  PsIJ  PACTUTEIBHBIX  IPOAYKTOB C  BBICOKHUM
coJIcpKaHHuEM OelIKa).



Jleuenue

B Hacrosimee Bpems B Poccum y OonbHeIX DKY
Pa3JIMIHOTO BO3pacCTa YCIEIIHO MCTIOJIB3YIOTCS
CIICIIMAJIM3UPOBAHHBIE CMECH OTEYECTBEHHOTO MPOW3BOJICTBA —
Adenunak, Terpadben 30 um ap., a Takke 3apyOeKHOIO
npou3BoactBa —  Amnamor-XP  LCP, Makcameiing XP,
MakcamymXP u npyrue.

Bce ykazaHHbIE TPOAYKTHI IIPEACTABIAIOT COOOM CMECH

L-amuHOKHMCIOT 0€3  (PpeHwnallaHMHa ¢ ITOBBIIICHHBIM
COJICPKAaHUEM THPO3WHA M AU PEpeHIIUPOBAHBI IO COCTABY B
COOTBETCTBHH C BO3PACTOM OOJIbHBIX.



JleueHue — auerorepanus
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JleueHue

B 1mociaenHue TOABI B MHUPE BEAYTCS AaKTHUBHBIC
IIOMCKHA HOBBIX BO3MOXHOCTEM B JjedeHun OKY. B
1a00paTOPHBIX YCIOBUAX OCYIIECTBISIETCS pa3padoTKa
F€HHO-WHXCHEPHBIX METOJIOB JICYCHHUS W Tepaluu
(hapMaKoJIOTUYECKUMHU [IaIIePOHAMH, KOTOPBIE
MOBHIIIAIOT AKTUBHOCTh (PEHUJIATAaHUHTHUIPOKCHUIA3bl B
[ICYCHHU YKCICPUMEHTAIbHBIX KUBOTHBIX.

B crpanax Awmepuku, EBpornbl u A3uM U3yYaeTCA
BJIUSTHUEC CHHTETUYECKHX AHAJIIONOB OWOINTEpHHA Ha
YPOBEHb (pEHWJIAJAaHWHA B KPOBHU IIPM PaA3HBIX (hpopMax
OOJIE3HH U Y MAIIMEHTOB PA3HBIX BO3PACTHBIX KATETOPHI.



Jlnutepatypa

e bymyesa T.B. CoBpeMeHHBIN B3] HA TPOOIEMY
(PCHUJIKETOHYPHUHU Y IETEU: TMAarHOCTUKA, KIIMHUKA, JICYCHUE //

Bornpocel coBpemennon neauarpun. 2010/ Tom 9/ Nel. C. 157-
160.

e Jlenncenkona E. B., boukoB H. I1., Kamuauenko H. FO. u ap.
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0one3Hu B ropoge Mockse // MeauuuHckas reHeTtuka. 2008. 7
(6). C. 3-11.

e BpoxaeHnsie 3a00neBanus. B kH.: PykoBoicTBO 110
neauarpuu / Ilox pen. A. A. bapanosa, b. C. Karanosa, P. P.
MIunsteBa. M., 2007. 544 c.

e Knunaudeckas auetosiorusi. PykoBoacTBo a1 Bpauew // [1ox
pen. T. O. bopoBuk, K. C. Jlamomo. M.: MeauumHCKOe
MH(pOpMaIMOHHOE areHTcTBO, 2008. 608 C.

¢ H&CHGI{CTBCHHI)IG HAPpYILICHUA HCPBHO-IICUXHNYCCKOI'O

pa3Butus aeren / Ilox pen. A. Temmuna, JI. 3. KazanneBoi. M.,
2001. 429 c.



Jlntepatypa

« Bik-Multanowski M., Pietzyk J. Genotyping and treatment
modification in patient with phenilketonuria: an introduction to
pharmacogenomics // Przegl Lek. 2009. 66 (1-2). P. 1-2.

 Burlina A., Blau N. Effect of BH (4) supplementation on
phenylalanine tolerance // J Iherit Metab Dis. 2009. 32 (1). P.
40-45.

e VYMCTBEHHas OTCTAJIOCTh // Ilcuxuarpus: HaMOHAIBLHOE
pykoBojicTBO / o pea. T. b. JiImutpuesoii, B. H. KpacHoga,
H.I'. He3nanosa, B.A. Cemke, A.C. Turanosa. — M.:
I'DOTAP-Menua, 2011. — C. 666. — 1000 c. — ISBN 978-5-
9704-2030-0.
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